Five generations of an Italian family with an autosomal dominant restrictive cardiomyopathy are described. Members of four generations were examined.
In cases III.9 and III.10 symptoms of cardiac failure persisted for many years after initial presentation without evidence of ventricular dilatation.
Two cases occurred in childhood (IV.8 and IV.9) and two more children who died suddenly are thought to have had the disease (cases IV.l1 and IV.12). In cases IV.8 and IV.9 the disease was rapidly progressive leading to death in the second decade despite permanent pacing. Ventricular dimensions were normal although in cases III.10, IV.2, IV.8, and IV.9 both left and right ventricular diastolic pressures were raised ( The electrocardiographic features were striking. Typically, P waves were exceptionally tall in the right precordial leads and broad in the standard leads owing to considerable enlargement of both atria ( fig 3) ; this was confirmed by echocardiography (fig 4) . First degree atrioventricular block was often seen. There were often partial or complete bundle branch block patterns; and attenuation of precordial R wave progression, ST segment changes, and T wave abnormalities were common. Fibrosis in the conducting system accounts for the development of atrioventricular block. Electrophysiological studies were performed in three cases. In case III.9 there was clear evidence of prolongation of conduction times between the atrioventricular node and His bundle and the His bundle and ventricle. In case III.10 conduction times were normal but follow up after pacing showed that complete atrioventricular block had supervened. In the symptom free (case IV.2) electrophysiological studies were normal. The (from a retrospective analysis of cardiac catheterisation data) with restrictive ventricular diastolic pressure profiles and reported a good outcome.9 Two endocardial biopsies were performed and in both the specimens were normal. Seigel et all' reported four cases of idiopathic restrictive cardiomyopathy with many similar features to this family. The disease was characterised by restrictive haemodynamic dysfunction, atrial dilatation, and, in one patient, the development of atrioventricular block. In this series the mean time of survival was nine years after cardiac symptoms had developed. Necropsies were performed in all four patients. There was no endomyocardial fibrosis typical of eosinophilic heart disease." There was considerable dilatation of both atria and patchy endocardial fibrosis, with appreciable fibrotic infiltration of the myocardium that spared the atrioventricular valves. The patient with atrioventricular block had extensive His bundle fibrosis. None of these patients, however, is reported to have been related, nor does skeletal muscle weakness feature in these reports.
We report a familial disease of heart muscle producing myocardial restriction, apparently inherited as an autosomal dominant, and associated with atrioventricular block and a non-wasting skeletal myopathy. Heart block results from fibrosis in the conducting system. No endomyocardial fibrosis was seen, but fibrosis was found throughout the myocardium and epicardium at necropsy. This may be the end result of the pathological process and the cause of restriction.
